GM1 gangliosidosis, Hurler syndrome, Hunter syndrome, TorgWinchester syndrome and osteogenesis imperfecta. Application of exome sequencing has resulted in discovery of new candidate genes for skeletal dysplasia including those for skeletal ciliopathies and a skeletal dysplasia with multiple joint laxity and dislocations. Several international collaborations have been initiated for the purpose of novel gene discovery and their functional characterization, thus working towards a better understanding of etiopathogenesis of these rare disorders.
Kasturba Medical College, Manipal has a specialized pediatric orthopedics team working with the medical geneticists in the field of skeletal dysplasia. They have excellent backup of national collaborators spread across the country. Our current research focusses on all skeletal dysplasias in general. Specific areas of interest are inherited arthropathies, autozygosity mapping of recessive skeletal disorders and vertebral segmentation defects. I would present our team's experience in the field and deliberate upon the opportunities for collaboration with Indian colleagues in the field of skeletal dysplasia.
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